Families are presenting for genetic advice in regard to sacral agenesis (SA). We could find no good published studies which defined the genetics of SA or gave a recurrence risk. The relationship of SA to other forms of neural tube defects (NTD) has not been defined. The availability of intrauterine diagnosis for NTD makes it important to determine the strength of the association.
We ascertained 22 families who had had a child treated for SA at our hospital. Of these children, 15 had neurological dysfunction involving bowel, bladder, or limbs and seven had anorectal anomalies. One Although our own series of patients was too small to draw any conclusion about the relationship of SA to other NTD, the reports cited suggest that such a relationship exists. Until the strength of this association is defined, it would seem prudent to offer to families who have had a child with SA intrauterine diagnosis for NTD in a subsequent pregnancy with particular emphasis on high quality ultrasound.
It would require a much larger series of patients to establish an empirical recurrence risk but the occurrence of two affected sibs in this small series suggests a risk of recurrence of the order of 1 in 40. Further studies of SA are needed.
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